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mdi d6 do di chiing khe hd méi. Trong diéu kién
chi phi diéu tri chinh nha hodc phau thuat chinh
hinh ham mat khong du kha ndng chi tra dé dat
dugc hiéu qua thdm my phau thudt mdi cd thé 1a
mot lua chon thay thé tam thdi dé cai thién hinh
dang moi, mang lai tu tin cho bénh nhan.
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LIEN QUAN GIT'A KIEU GEN THALASSEMIA VO CHI SO HONG CAU
O’ PHU NU’ MANG THAI NGU'O'I DAN TOC THIEU SO
TAI HUYEN PHU BINH, TINH THAI NGUYEN

Nguyén Thi Kim Tién!, Bui Thi Thu Hwong !, Mai Anh Tuén?

TOM TAT

Muc tiéu: Phan tich mai lién quan gitrta kiéu gen
thalassemia vdi chi s6 hong cau & phu nit mang thai
ngLIdl dén tdc tiéu s6 tai huyén Phd Binh, tinh Tha|
Nguyen Phu‘dng phap nghlen clru: Ngh|en cfu mo
ta cat ngang trén 303 phu nir mang thai ngerl dan toc
thiéu sb tai huyen Phl Binh. K&t qua: Ti 1& thai phu
ngudi dan toéc Tay chiém 41,9%, Nung 33 ,3%); San
Diu 12,9% va Dao 6,9%. Ti lé dot bién gen
thalassemia la 25,1%, bao gom 17,5% a thalassemia,
5,6% B thalassemia, 1,3% HbE va 0, 7% phGi hgp ca 2
Ioa| dot bién a-B thalassemla C6 mai lién quan g|Lra
tinh trang mang gen va thé thalassemia vGi thi€u mau
(p<0 05). Co6 méi lién quan gitra ki€u dot bién gen véi
chi s6 HGB, MCV va MCH (p<0,05). K&t luan: C6 mdi
lién quan glu’a tinh trang mang gen va kiéu gen o]
mot s6 chi s6 hong cau & phu nit mang thai ngudi dan
toc thleu s6. Tur khoa. thalassemia, kleu gen, chi s
hong cau, phu nir cé thai, dan toc thleu sO
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Objective: to analyse the association between
thalassemia genotype and red blood cell index in
pregnant ethnic minority women at Phu Binh district,
Thai Nguyen province. Methods: A cross-sectional
descritive study was conducted on 303 minority ethnic
pregnant women at Phu Binh district. Results: The
proportion of Tay pregnant women ethnic group was
41.9%, Nung 33.3%; San Diu 12.9% and Dao 6.9%.
The proportion of thalassemia gene mutation was
25.1%, including 17.5% a thalassemia, 5.6% f
thalassemia, 1.3% HbE and 0.7% combining both a-B
thalassemia mutations. There were associations
between the gene carrier status and thalassemia type
with anemia (p<0.05). There were associations
between the gene mutation type and HGB, MCV and
MCH indexes (p<0.05). Conclusion: There are
associations between the thalassemia gene mutation
and genotype with some red blood cell indexes in
pregnant ethnic minority women.

Keywords: thalassemia, genotype, red blood cell
index, pregnant woman, minority ethnic

I. DAT VAN DE

Thiéu mau tan mau bam sinh (thalassemia)
la bénh thi€u mau tan mau di truyén do giam
hodc méat hdn su tdng hgp ctia mét loai chudi
globin. Bénh gay ra nhitng hdu quad nghiém
trong dén gidng noi, anh hudng dén cudc sdng
cla bénh nhan va gia dinh [5]. Tai Viét Nam,
thalassemia la mot van dé y té rat nghiém trong
V@i ti 1€ ngusi mang gen bénh chi€m tucng doi
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cao (udc tinh 13,8%) [2]. O ngudi bénh
thalassemia, hong cau bi pha hdy qua muc dan
dén tinh trang thi€u mau va rGi loan cac chi s6
hong cau. Bén canh do, ngudi bénh thalassemia
khi mang thai sé lam tang nguy cd cho me va
thai nhu: thi€u mau tram trong, tang nguy cd do
(' sdt, nguy cd tac mach, phu thai... [5]. M6t
diém can luu y la ti 1& ngudi mang gen
thalassemia ¢ nhém phu nir dan toc it ngudi &
khu vuc mién nui, ving sau, vung xa; cao han
han so véi nhém phu nir dan toc Kinh [6], [7].
M&i nhém dan tdc thiéu s6 khac nhau thi tan suét
luu hanh gen, ki€u gen va tan s6 alen cling s&
khac nhau [3]. Ma dot bién gen khac nhau & phu
nif mang thai thi ki€u hinh 1dm sang va mdc do
thiéu mau sé sé khac nhau, anh hudng khong nho
dén viéc quan ly thai nghén cho thai phu [5].

Nghién clru nay nham muc tiéu: Phén tich moi

lién quan gila kiéu gen thalassemia vdi dsc diém
chi s hong cau & phu nif mang thai nguoi dan
toc tiéu so'tai huyén Phu Binh, tinh Thai Nguyén.

Il. DOI TUONG VA PHU'ONG PHAP NGHIEN CU'U

2.1. Poi turgng nghién clru. Gom 303 hu
nif mang thai ngudi dan tdc thi€u s§ dudc quan
ly thai nghén tai tram y t€ cac xa huyén Phu
Binh, tinh Thai Nguyén.

2.2. Thdi gian va dia diém nghién ciru:
tir 6/2023-6/2024 tai huyén Phl Binh, tinh Thai
Nguyén.

2.3. Phuang phap nghién ciru

2.3.1. Thiét ké nghién ciru: Nghién ciu
mo ta cat ngang.

2.3.2. €& mdu: C3 miu dudc tinh theo
cdng thirc udc lugng mot ti 1€ trong quén thé.

2 p-aq
n= Zl a..J(:-

p = 0,27 (ti 1€ phu nt Tay mang gen
thalassemia la 27,0% [1])

d = do chinh xac tuyét d6i, chon d=0,05; a
= 0,05, Z1-a2= 1,96 .

— n=303. Vdy can ¢ mau tdi thiu can cd
la 303 d6i tugng nghién clru.

2.3.2. Ky thudt chon mau: chon cha dich.

Chon chu dich phu nit mang thai ngudi dan
toc thiéu sd thudc toan bd 20 xa/thi trdn cla
huyén Pha Binh dén dang ky quan ly thai nghén
tai cac tram y t& x3 tinh dén thdi diém diéu tra.

2.4. Chi so6 nghién clru

- Phan bd dic diém chung cla ddi tugng
nghién c(iu theo nhém tudi, dan toc

- Ti Ié xét nghiém phat hién doét bién gen va
phan loai dét bién gen thalassemia

- Lién quan gilta mang gen thalassemia
chung vdi tinh trang thi€u mau
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- Lién quan thé thalassemia v&i tinh trang
thi€u mau

- Lién quan gilta ki€u dot bién gen vdi s
lugng hong cau (RBC)

- Lién quan gilra ki€éu dot bién gen vdi néng
d6 huyét sac t6 (HGB)

- Lién quan gilra kiéu dét bién gen véi chi s6 MCV

- Lién quan giita kiu dot bién gen véi chi s6
MCH

- Lién quan gilra ki€u dot bién gen véi chi s6
RDW

2.5. Phu’dng phap thu thép. SO liéu dugc
phong van va ghi vao mau ph|eu thiét k& san.
Thai phu dugc 1dy 2,5 ml mau tinh mach canh
tay, chong dong bang EDTA va tach chiét DNA
theo quy trinh chudn. Mau DNA dugc phat hién
dot bién dua trén ky thudt PCR theo quy trinh
cla BO Y té.

2.6. Xur ly va phan tich so liéu: S6 liéu
nhap liéu va phén tich bdng phan mém SPSS
25.0: th6ng ké mo ta bién dinh tinh mé ta bdng
sO lugng (SL) va ti I1é (%); bién dinh lugng mo ta
bdng gid tri trung binh + d& Iéch chuén
(TB£DLC). Théng ké phan tich bang Chi-square
(2 bién dinh tinh) va ANOVA test (=3 nhém cla
bién dinh lugng), su khac biét cd y nghia thong
ké véi p<0,05.

2.7. Pao dirc nghién ciru: b3 dugc sy
chdp thuan clia HGi dong dao dirc trong nghién
cttu y sinh hoc, Trudng Dai hoc Y Dugc Thai
Nguyén s6 1280/DHYD-HDPDD, ngay 26 thang 10
nam 2023.

Il. KET QUA NGHIEN cU'U
Bang 1. Pic diém chung cua déi tuong
nghién cau (n=303)

Pac diém SL [ %
<24 tuoi 142 | 46,9
Nhém 25-29 tuoi 58 19,1
tudi 30-34 tudi 67 [22,1
>35 tuoi 36 119
Tay 127 [41,9
Dao 21 | 6,9
Nng 101 [33,3
Dan toc San Diu 39 12,9
Mudng 4 11,3
Thai 8 | 2,6

Khac 3 1
Xét Phat hién dot bién gen 76 | 25,1

nghiém n (LA Al i

" gen Khong phat hién dot bién | 227 | 74,9
Phan a thalassemia 53 [17,5
loai dot B thalassemia 17 | 5,6
bién Hemoglobin E 4 113
gen a-B thalassemia kéthgp | 2 | 0,7
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thalass 76

emia

Tong so phat hién dot bién
S0 khong phat hién dot bién| 227 | 74,9
Tong 303 |100,0

Ti 1€ thai phu nguGi dan toc Tay chiém
41,9%, Nung 33,3%; San Diu 12,9% va Dao

25,1

6,9%. Ti |é dot bién gen thalassemia chung la
25,1%, cac dot bién gom: 17,5% mang gen a
thalassemia, 5,6% mang gen B thalassemia,
1,3% HbE va 0,7% phoi hgp ca 2 loai dot bién
a-B thalassemia.

Bang 2. Lién quan giifa mang gen thalassemia va thé thalassemia vdi thiéu mau

Thiéu mau Co Khong
Thalassemia SL % SL % P
Tinh trang mang Mang gen 33 43,4 43 56,6 <0.05
gen Binh thuGng 28 12,3 199 87,7 !
Alpha thalassemia 26 47,2 27 52,8 <0,05
»° . Beta thalassemia 6 28,6 15 71,4 <0,05
The thalassemia =z, 50"V3 8 thal ) 100,0 0 0,0 -
Khéng mang gen 27 11,9 200 88,1
Tong 61 20,1 242 79,9

Co mai lién quan co y nghia thong ké gilra
nguSi mang gen bénh thalassemia va thé
thalassemia vdi tinh trang thi€u mau (p<0,05)

Bang 3. Lién quan giita kiéu dét bién
gen voi s6 luong hong cau (RBC)

nong do huyét sic t6 trung binh thdp hon nhém
ngudi khéng mang gen (pha anh <0,05 giifa tiing
nhém trén vdi nhdm ngudi khdong mang gen).

Bang 6. Lién quan giita kiéu dét bién
gen voi chi s6 MCV

Phan . _ RBC Phan . _ MCV
loai Kiéu gen n=303 TB | BLC loai Kieugen |n=303 TB | BLC
O 37 149 (064 [(A)a® -F/aq 37 |70,6] 8,46
-q3-7 _a3.7
2) a* gg;g“g 10 | 49 |064| | 5 gg;g“ 10 [794| 3,02
aa/aa® 6 50 | 0,54 aa/aa® 6 72,6 586
0 41/42e79 0 41/42
(3) B B/Bl?l 8/871/72 17 419 0136 (3) B B/BUI B/B71/72 17 7119 717
+ /B2 4 4,8 10,65 * /B 4 [81,4] 1,45
UO/BO __SEA/GG;B/B41/42 1 4[4 uO/BO “SEA/GG;B/B41/42 1 71[3 -
a*/B° |aa/aaS;B/BH2| 1 4,5 a*/B° |aa/aa=;B/B**?| 1 [681]| -
(4) Khong manggen | 227 | 42 | 0,44 (4) Khong mang gen | 227 [88,8| 3,47

(P anova test 1,2,3,4 >0,05)

Khong co su khac biét vé s6 lugng hong cau
gilta cac ki€u gen dot bién thalassemia va vdi
nhom ngudi khong mang gen (p>0,05).

Bdng 4. Lién quan giiia kiéu dot bién
gen vdi nong dé huyét sac té (HGB)

P14 <0,05; p2-4 <0,05; p3-+ <0,05

C6 su khac biét vé gia tri MCV giita cac kiéu
gen dot bién so vdi nhdm ngudi khéng mang
gen. Cac nhom a® aa/aa®, B° cd chi sG MCV
trung binh thap hdn nhém ngusi khong mang
gen (p hau ainh <0,05 gilta ting nhdm trén vdai

Phan oo _ HGB nhém ngudi khdng mang gen).
loai | Kieugen In=303 <75 ¢ Bang 7. Lién quan giida kiéu dét bién
(1) da --SEAJaa 37 |105,5| 9,81 gen vdi chi s6 MCH
aa/-a37 Phan < _ MCH
(2) a* aa/-a*2 10 |123,1 15,24 loai Kieugen |n=303 TB | BLC
aa/aa® 6 [115,5] 6,16 [OX:N --FAlaq 37 [22,0] 2,84
0 - 17 [111,7] 13,9 aa/-a 10 |255] 1
(3) B B/Bl7; B/B71/72 ’ ’ (2) u+ GG/'G4’2 7
B* 26 4 |125,5| 17,06 aa/aag® 6 23,2 | 1,95
uOIBO "SEA/CIG;B/B41/42 1 104,0 _ 0 41/42
a*/B° [aa/aaS;p/B™| 1 [950| - BB | g/pt7 pyprvm | 17 | 228 2/68
(4) Khong mang gen | 227 [122,2] 11,1 * 20 4 26,2 0,58
D14 <0,05; pr-4 >0,05; ps-4 <0,05 u°/Bz --SEA/an;B/Bﬂ/:z 1 1233 -
C6 su khéc biét vé nong do huyét sic t5 | a*/B° | aa/aa>;B/B ! 1 211 -
gilta cac kiéu gen ddt bién so v8i nhdm ngudi (4) Khong mang gen | 227 | 29,4 | 1,39

khong mang gen. Cac nhém B°, a® va aa/aa® cd

P14 <0,05; p2-4 <0,05; p3-4 <0,05
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C6 su khac biét vé gia tri MCH giita cac ki€u
gen dot bién so v8i nhom ngudi khéng mang
gen. Cac nhom a®, a*, aa/aa®, B° va B* déu chi
s6 MCH trung binh thap han nhém ngugi khdéng
mang gen (p hau dinh < 0,05 gilra nhom (1), (2),
(3) véi nhdm ngudi khdng mang gen (4)).

Bang 8. Lién quan giita kiéu dét bién
gen vdi chi s6 RDW

F;';;in Kiéugen |n=303 TBRva\),LC
(1) a® --SEAJaa 37 | 14,4 | 2,14
aa/-a3’
) a* a0/-a*2 10 |13,1| 1,96
aa/aa® 6 13,1 ] 1,94
21742
(3)B° B/BY: B/B7Y7 17 13,8 2,34
B* B/B%® 4 12,7 1,72
GOIBO __SEA/GO;B/B41/42 1 14,5 _
u+/BO CICI/CICICS;B/B41/42 1 16,7 -
(4) Khong manggen | 227 [13,8] 1,39

P14 >0,05; p2-2 >0,05; p3-4 >0,05

Khong ¢ su khac biét vé chi s6 RDW giira

cac nhom dot bién gen thalassemia va véi nhém
ngudi khdng mang gen (p Anova test >0,05)

IV. BAN LUAN

Két qua nghién clu cho thdy: ti 1€ thai phu
ngudi dan toc Tay 41,9%; Nung 33,3%); San Diu
12,9% va Dao la 6,9%; con lai la dan toc khac.
Ti 18 thai phu ngudi dan tdc thiéu s& cé dot bién
gen thalassemia chung la 25,1%. Két qua nay
tuong d6i phu hdp khi so sanh véi nghién cliu tai
Pinh Hoa, Thai Nguyén cho ti I€ mang gen B
thalassemia trong nhém tré dan téc Tay la
27,2% [1]. Trong 303 thai phu dan tdc thi€u sd,
c6 17,5% mang gen a thalassemia, 5,6% mang
gen B thalassemia, 1,3% HbE va 0,7% phsi hgp
ca 2 loai dot bién a-B thalassemia. Két qua nay
cla ching t6i cling tugng tu vdi nghién clu
truGc do tai Thai Nguyén trong nhom ngudi Tay:
16,3% la mang gen a thalassemia don thuan,
9,0% mang gen B thalassemia va 1,7% phdi hgp
ca 2 loai dot bién [8].

Bang 2 cho thdy cd mai lién quan gilra tinh
trang mang gen thalassemia chung vdi ti Ié thi€u
mau & thai phu. Nhdm mang gen thalassemia co
ti 1€ thi€u mau cao han nhém khéng mang gen
thalassemia. Diéu nay cling dugc quan sat & cac
nghién clu khac [1], [8]. Bang 3 cho bdng
chiing rd han vé lién quan gilta phan loai thé
thalassemia vGi tinh trang thi€u mau. 3 nhém
th€ mang gen bao gdom a thalassemia, P
thalassemia va két hgp ca 2. Trong nghién ctu
nay co 61 trudng hop thi€u mau thi s6 trudng
hop thi€u mau kém mang gen a thalassemia

336

chiém ti I& cao ti€p dén la B thalassemia. DU ti 1&
két hgp a B thalassemia la 100% tuy nhién chi
6 2 trudng hdp do dé chua du dai dién cho thé
mang gen nay. Khi so sanh v&i nhém ngudi
khdng mang gen chung t6i thdy su’ khac biét vé
thi€u mau la cé y nghia théng ké. Diéu nay phu
hgp trén cd ché€ bénh sinh cla thalassemia khi
ma cac trudng hgp dét bién déu dan dén giam
hodc khéng tdng hgp huyét sic t& va hoan toan
co thé xem la nguyén nhan géy thi€u mau khi
loai trir dugc cac nguyén nhan khac nhu dinh
du@ng hay giun moc.

Thalassemia la bénh di truyén dong té bao
héng cau. Su thay déi vé ciu tric gen s& anh
huang truc ti€p dén cac chi s lién quan dén
hong cau. Do d6, nghién clu anh hudng cla
ting loai dét bién cu thé dén cac chi s& hdng
cau rat c¢d y nghia cho viéc thiét l1ap cac phuang
phap sang loc chan doan phu hgp véi diéu kién
cla cac cc s@ y té. Két qua Bang 3 cho thay
khéng cé tinh trang gidam s6 lugng hong cau
(RBC) & thai phu mang cic kiéu cac gen
thalassemia theo tirng nhdm cu thé. Piéu nay
dudc giai thich 1a do cac ki€u gen thalassemia
phat hién dugc nhém phu nir mang thai déu la g
di hop tr hay thé “ngudi lanh mang gen” cac
gen binh thu‘dng trén alen con lai van dam bao
chifc ndng san xuat bu chudi globln dé tong hop
phan t&r huyét sic t8. Tuy vy, ching ta c6 thé
guan sat thdy mot su cao hon dong déu vé s6
lugng hdng cau 8 nhdm mang gen so vdi nhém
khong mang gen. Mac du su khac biét la khong
c6 y nghia thong ké vé s6 liéu, nhung xu hudng
nay dudc quan sat rat r6 & cac trudng hdp
thalassemia thé ndng hodc trung gian. Do tinh
trang tan mau, tly xucng bi kich thich tang sinh
hong c”éu, nhung cac dot bién lam su téng sinh
hong cau khong hleu qua do thiéu nguyen liEu
tdng hop huyet sdc t6, diéu nay dan dén s6
lugng hdng cau tang trén may dém nhung chat
lugng hong cau khdng tét, hong to nhd khdng
déu, dé v3 va co cac hong cau non dugc quan
sat trén tiéu ban [5].

Két qua nghién cltu cho thay su’ khac biét vé
kiéu gen dot cd tac dong dén chi s6 hemoglobin,
khi so sanh vdi nhdm nguGi binh thudng. Cac thai
phu mang gen --S%/aa, hodc DHT B° cé n6ng do
huyét sac t6 trung binh thap hon cd y nghia thdng
ké so v6i nhém thai phu khong mang gen
(p<0,05). Con lai cac nhém a* thi su’ khac biét vé
nong dé la khong rd rang. Nghién clru ctia Bang
Thi Hong Thién va cs (2017) cling tudng dong vdi
nghién cltu clia ching toi khi cho thay c6 mai lién
quan gilfa gen bénh ly thalassemia vGi chi s6
hemoglobin vdi p<0,05 [4].



TAP CHI Y HOC VIET NAM TAP 553 - THANG 8 - SO 3 - 2025

C6 su lién quan réat rd gilra cac ki€u gen dén
chi s6 MCV, MCH. Hau hét cac trudng hgp mang
gen déu co gid tri trung binh dudi diém cit
khuyén cdo. Pong thdi su khac biét véi nhom
khéng mang gen la rat rd rang. Két qua nay cla
chiing t6i hoan toan phu hgp véi nghién ctu cua
DBang Thi Hong Thién va cs [4]. Khi tach biét cac
ki€u gen chung ta thdy mdt xu huéng rd hon 13
cac kiéu aa/-a*7; aa/-a*? va HbE 1a khdng anh
hudng dén su thay ddi cla chi s6 MCV va MCV.
Ki€u gen HbCS ciing thuéc nhédm a* nhung lai cd
chi s6 MCV, MCH thap han cé y nghia thong ké
so v4i ngudi thudng. Piéu nay cho thdy mac du
chi s6 MCV, MCH rat cd y nghia trong sang loc
thalassemia nhung ddi véi ki€u mang gen a
thalassemia thé &n hodc loai huyét sat t& bat
thudng nhu HbE thi cac chi s6 nay can dugc
khao sat & ngudng cao han.

V. KET LUAN

Ti 1é thai phu nguGi dan toc Tay chiém
41,9%, Nung 33,3%; San Diu 12,9% va Dao
6,9%. Ti |&é dot bién gen thalassemia chung la
25,1%, bao gbm 17,5% mang gen a
thalassemia, 5,6% mang gen [ thalassemia,
1,3% HbE va 0,7% phdi hop ca 2 loai dot bién
a-B thalassemia. C6 mdi lién quan gilta tinh
trang mang gen va thé thalassemia vdi thiéu
mau (p<0,05). C6 mdi lién quan gilra ki€u dét
bi€n gen vdi chi s6 HGB, MCV va MCH (p<0,05).
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DAC PIEM MO BENH HOC U NGUYEN BAO MEN THEO PHAN LOAI
TO CHU’C Y TE THE GIO'T NAM 2022 VA SU BOC LO BRAF V600E

Nguyén Thi Thim?, Tran Ngoc Minh'2, Nguyén Thi Thu Hwong!?

TOM TAT

Muc tiéu: 1. MO ta dac dlem m6 bénh hoc u
nguyen bao men theo phan loai ctia TG chiic Y t& thé
gidi nam 2022. 2. Xac dinh ti I& bdc 10 BRAF V600E
trong u nguyen bao men va déi chi€u v8i mot so dac
diém giai phau bénh. Doi tugng va phuong phap:
Nghlen clitu md ta cat ngang trén 165 bénh nhan u
nguyén bao men dugc chan doan va diéu tri tai bénh
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vién Rang Ham Mat Trung Udng Két qua: Tudi trung
binh 34,1 + 18,6 (5—85 tudi), ti 18 nam/nit tuong
duang. Vi tri thudng gap nhat la ham dudi (90,3%),
kich thudc u trung binh 4,1 + 1,9 cm, da s6 = 3 cm
(77,6%). Tip md hoc phS bién nhat la tip théng
thudng (69,7%), ti€p theo la tip don nang (27,3%),
cac tip khac hi€m gdp (< 2%). Trong 83 trudng hop
dugc nhudm hod mo mien dich BRAF V600E, ti 1é
duang tinh chung la 63,9%, dao dong 50-100% gifa
cac tip mo hoc, khong co6 y nghia théng ké gilra cac t|p
(p=20 730) Boc 16 BRAF V600E khong gh| nhan moi
lién quan cd y nghla thdng ké vdi tudi, gidi, vi tri hay
kich terdc u. Két luan: U nguyen bao men phan bd
cha yeu g tip thong thu‘dng va dan nang theo phan
loai clia T6 chic Y t& th& gIO'I nam 2022 vdi ty 1€ boc
16 BRAF V600E cao @ hai tip nay. Khong thay mai lién
quan cd y nghia thong ké gilra tinh trang boc 10 BRAF
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